 (J Med Genet 1996;33:66-68) 
FISH studies in a patient with sporadic aniridia and t(7;11) (q31.2;p13) fluorogreen (Amersham). The chromosomes were counterstained with 0 05mg/ml DAPI before analysis using a Zeiss Axiophot epifluorescent microscope, and images were observed using the Pinkel filter set and captured using a cooled CCD camera with Digital Scientific Smart Capture software. The normal and derivative chromosomes were identified by cohybridising the WAGR cosmids with the directly labelled alphoid centromere specific repeat probes.
Case report The patient was born after an uneventful pregnancy at term (birth weight 2810 g) to healthy, unrelated parents. At a few weeks of age the mother became concerned about the baby's sight and on examination she was found to have aniridia, but has at 3 years of age not developed any complications from her aniridia and her vision is apparently not severely affected. Her development is normal and a renal ultrasound scan showed no abnormalities.
The child's father, who is unavailable for further study, was described by the mother as having very bright blue eyes and there is no paternal family history of anyone with either visual problems or recurrent miscarriages.
Conventional and molecular cytogenetic results Conventional cytogenetic studies showed that the proband has an apparently balanced reciprocal translocation between the long arm of chromosome 7 and the short arm of chromosome 11, 46,XX,t(7;1 1)(q31.2;p13) (fig 1) . The mother's chromosomes are normal. FISH analysis showed that the most distal cosmid, F02121, was present on the der (7), whereas the FAT5, P60, and B2. 1 cosmids were all located on the der(ll) (fig 2) . This in situ hybridisation result is therefore: 46,XX,t(7;11) (q31.2;p13).ish t(7;11)(FO2121 +;FAT5 +, Dl lS324 +,B2.1 + ).llA Discussion The introduction of molecular cytogenetic techniques has led to the definition of a number of submicroscopic deletions associated with clinically defined phenotypes. Hemizygosity at 7ql 1.23 with deletions in the elastin gene giving rise to William's syndrome'2 and a 2 Mb deletion within 22qll resulting in DiGeorge and related syndromes'3 are two of the most frequently encountered examples. In the autosomal microdeletion syndromes so far described, functional hemizygosity for single or contiguous genes at the locus or loci defined by the probes used for the molecular diagnosis remains the most likely mechanism responsible for the respective phenotypes. '4 A number of cases of dominant isolated aniridia segregating with apparently balanced reciprocal translocations or a cryptic paracentric inversion, all with an 1 p1i3 breakpoint in common, have been reported.3-5'5 Two of these structural abnormalities, a t(4; 11) (q22;p 13) known as SIM03 and a cryptic paracentric inversion in lip13 known as SGL, '5 
